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Cartilage hair hypoplasia (CHH) is a rare autosomal recessive disorder comprising short-limbed dwarfism with metaphyseal irregularity, fine fragile hair, and immunodeficiency. It was first described in the Amish population of Philadelphia by McKusick et al. ' . The Amish are a religious sect living in Lancaster County, Philadelphia. Inbreeding within the community has resulted in two normally rare forms of autosomal recessive dwarfism (CHH and Ellis Van Creveld dwarfism) occurring with unusual frequency. Very few cases have been reported in non-Amish children. We now describe one such child who developed autoimmune haemolysis, an association with CHH which has not previously been reported.
Case report Laura C is the second child of the marriage. The previous pregnancy ended in the stillbirth of a male child with skeletal abnormalities comprising short arms and an 'S'-shaped femur. Unfortunately, no radiographs or measurements were taken at the time and no definite diagnosis was reached. There is no other family history of skeletal dysplasia and the parents are unrelated.
Laura was born at term following a normal pregnancy and was noted to have short limbs. Her birth weight was 2.6 kg, head circumference 35 cm and there were no other dysmorphic features. A skeletal survey showed metaphyseal irregularities in the long bones ( Figure 1 ). The skull, spine and pelvis were normal.
Laura's subsequent developmental progress was normal and routine immunization with diphtheria, tetanus and oral poliovirus vaccines was carried out without problem. At the age of 11 months she developed a mild upper respiratory tract infection and five days later presented with sudden onset of a purpuric rash and thrombocytopenia (platelet count 14 x 109/1). She had an absolute lymphopenia W . I~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~F igure 1. X-ray showing irregularity and sclerosis of the distal femoral metaphyses (0.5 x 109/1) and six days later developed an autoimmune haemolytic anaemia with a Hb of 3.9 g/dl, hepatosplenomegaly and jaundice. The Direct Coombs' test was strongly positive.
As the occurrence of autoimmune haemolysis and lymphopenia in a child of this age was very suggestive of an underlying immune defect, further investigations were carried out. Lymphocyte cell marker studies revealed a decreased proportion of T lymphocytes (OKT3 positive 42%) with very poor response to phytohaemagglutinin and pokeweed mitogen. This was indicative of severe cellular immunodeficiency. B lymphocyte and immunoglobulin levels were normal for age. Bone marrow biopsy showed slightly increased erythropoiesis, normal megakaryocytes and a reduced number of lymphocytes (9%). Polarized light microscopy of the hair demonstrated a reduced hair shaft diameter (less than half that of a control of the same age), and absent pigment coretypical changes of cartilage hair hypoplasia. Her mother's hair was normal.
The anaemia was treated by transfusion of 150 ml of blood (requiring irradiation of the blood in order to prevent graft-versus-host reaction), and a course of prednisolone (2.5 mg/kg per day) was commenced. Over the next five months the dose of steroids was gradually reduced and then stopped.'The platelet count has remained normal and the anaemia has not recurred. There is a persistent lymphopenia (1.7 x 109/1). Following her poliovirus immunization, faecal excretion of poliovirus 2 occurred for a period of four months and she also demonstrated rotavirus excretion for three months after a short attack of gastroenteritis. Because of this practical evidence of a defect in cell-mediated immunity, she is receiving weekly injections of gammaglobulin.
Discussion
This patient demonstrates the typical findings in CHH and in addition presents two unusual features: firstly, she presented with thrombocytopenia, which has only been reported on one previous occasion. Secondly, she developed autoimmune haemolysis, which has not been reported before in association with CHH. Haematological abnormalities in CHH are rare: Harris et al.2 reported the case of an Amish child with CHH and-Diamond-Blackfan anaemia who was successfully treated with prednisolone. It is of interest to note that this patient had two relatives with CHH, one with associated leukaemia and the other with Hodgkin's disease. Chronic neutropenia in association with CHH was reported by Lux et al.3, and two siblings with idiopathic thrombocytopenic purpura were described by Trojak et al.' in a study of 18 Amish patients in Finland (where the prevalence of CHH is exceptionally high).
The present case also emphasizes the need for immunological investigation of all children with unclassified short-limbed dwarfism, some of whom will have associated immunological defects, prior to routine immunization with live vaccines, e.g. measles or poliovirus. Paralytic poliomyelitis has been reported following live poliovirus vaccination in a child with CHH5. The prolonged poliovirus excretion which occurred in our patient would not have occurred if Salk vaccine had been used, and this would be advised in all children with CHH and associated cell-mediated immunodeficiency. Early recognition of immunodeficiency will also allow We report a patient with coeliac disease, who presented as an acute abdominal emergency with a jejunal perforation at the site of a primary adenocarcinoma of the small intestine. Perforation has not previously been reported in this rare complication of coeliac disease.
Case report A 63-year-old man presented with a 5-hour history of central abdominal colic of increasing severity. Immediately prior to his admission the pain had become constant and generalized and he had vomited once. During the preceding 3 months he had experienced occasional attacks of less severe abdominal colic. The only significant past medical history was the diagnosis of coeliac disease in 1968, fifteen years earlier. This diagnosis was made on clinical grounds and confirmed by a jejunal biopsy (marked mucosal, flattening and an increase in intraepithelial lymphocytes and plasma cells). The patient had since remained well on a gluten-free diet.
On examination he was a thin, pale, anxious man, with a pulse rate of 92/min and a blood pressure Qf 150/100 mmHg. The upper abdomen was tender with guarding and rebound tendemess. Bowel sounds were normal. His haemoglobin was 12.6 g/dl and the white cell count 7.9 x 109/1. Serum urea, electrolytes and amylase estimations were within normal limits. A plain abdominal X-ray, however, showed gas under the right side of the diaphragm.
An emergency laparotomy was therefore performed and free fluid was found in the peritoneal cavity leaking from a perforation in a constricted segment of the mid-jejunum. The other abdominal viscera appeared normal. A 20 cm segment of small bowel incorporating the stricture was resected and an end-to-end anastomosis performed. The patient made an uneventful recovery and was discharged home on the seventh postoperative day. He remains well one year after operation.
Histological examination of the specimen showed a moderately well differentiated adenocarcinoma invading the muscularis but not penetrating to the serosa except in the area of the perforation ( Figure  1 ). The resection lines were free from neoplastic involvement and the mucosal surface was histologically normal at these points. The muscularis proximal to the tumour showed hypertrophic changes. There was no evidence of lymph node metastasis.
The small intestine is rarely the site of neoplasia, accounting for only 1% of all gastrointestinal tumours. Adenocarcinoma constitutes one-third of 
